. Comparison of the Facial Phenotype of Individuals with Cole-Carpenter Syndrome.
(A) Individual 1 of the original publication by Cole and Carpenter, 1986 The fetus presents with thin ribs but without severe thoracic hypoplasia and callus formation, with short, fractured, and mildly bowed long bones, normal clavicles, and normal ossified vertebrae. Ossification of the calvarium is clearly reduced in contrast to the skull base.
Remarkable is the discrepancy between skull ossification and ossification of the rest of the skeleton, a pattern which was also observed in the affected individual of family 1. Filtering for deleterious variants was performed as described in the main text. We assumed autosomal recessive inheritance of the phenotype. Note that the non-affected parents and not the affected fetuses were analyzed, which increased the number of candidates. We searched for genes harboring potential mutations in a heterozygous state in both the mother´s and the father´s dataset. Candidate genes which were also identified in family 1 are marked in bold.
The genotype of the affected fetuses was only determined for the variants in SEC24D and LMO7. 
